Radiographic features of spondylo-epimetaphyseal dysplasia with joint laxity and progressive kyphoscoliosis. Review of 19 cases.
We have reviewed the radiographic features of 19 patients with spondylo-epimetaphyseal dysplasia with joint laxity (SEMDJL). The salient, diagnostic radiographic manifestations are mild to moderate spondylo-epimetaphyseal dysplasia, progressive infantile kyphoscoliosis, characteristic pelvic, forearm and elbow changes and a highly abnormal bony trabecular pattern. The condition, which is inherited as an autosomal recessive, has only been observed in South Africa among Caucasians, several of whom have German names or German connections. The authors wish to bring the condition to the attention of European radiologists in an attempt to determine the geographic origin of the faulty gene.